Non-penetrance has not been reported in tuberous sclerosis when modern non-invasive investigations have been performed. We report a four generation family in which there was a subject with minimal expression and another with non-penetrance between a great grandfather and his great grandson. This situation highlights the need for fuli investigation of children of tuberous sclerosis patients before counselling a low recurrence risk for the disease.
The skipped generation is a well recognised feature of autosomal dominant conditions and should imply non-penetrance. It can only be considered to have occurred when the non-penetrant subject has both an affected parent and an affected child: in addition the non-penetrant subject must have been rigorously investigated to exclude minimal features of the phenotype.
Using modern standards of investigation skipped generations have not been reported in tuberous sclerosis. However, minimal expression of the phenotype is a well recognised feature of the disease. We report a family who have been thoroughly investigated and have a subject with minimal expression and another with non-penetrance between a great grandfather and his great grandson. 
